Juvenile myoclonic epilepsy is not associated with the DRPLA gene in a European population.
Juvenile myoclonic epilepsy (JME), is an early-onset inherited generalized epilepsy which displays genetic heterogeneity, with at least 10 known loci. Another neurogenetic disease, dentato-rubro-pallido-luysian atrophy (DRPLA) presents three clinical phenotypes, one of which in Japanese displays many similarities to JME. The purpose of this study was to investigate whether the DRPLA gene is associated with JME in Caucasians. The CAG repeat polymorphism in the DRPLA gene, which is expanded in patients with DRPLA, was examined with polymerase chain reaction amplification in 107 individuals of Greek origin, including 24 patients with sporadic and 8 with familial JME, 25 healthy relatives and 50 healthy controls. The repeat sizes of all studied individuals were within the normal range. These results seem to exclude the DRPLA gene as a major candidate gene for JME in this European population.